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Challenges in Communicating a Genetic Diagnosis
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Communicating the diagnosis of a genetic entity/rare disease to a patient or their parents is a complex process; it requires the doctor, pediatrician, or geneticist to display good communication skills and knowledge in a moment of uncertainty and disorientation for the family group, and sometimes in an inappropriate environment or under time constraints.



A genetic diagnosis can be made for patients at different life stages: prenatal, at birth, and later, and even in adulthood, as is the case with some types of cancer or neurodegenerative entities. If diagnosis occurs before birth, it must be confirmed at the time of birth. This requires that staff be responsible in preparing to communicate the information, which should ideally be transmitted to both parents at the same time. Furthermore, if it is a presumptive clinical diagnosis, or if it has been confirmed through a genetic study, this must be explained in a way that is easy to understand.



Today, it is common for family members to look for information on the internet, so it is necessary to emphasize that this information must be obtained from a reliable source, such as expert publications; moreover, it must be emphasized that the clinical case being described represents an individual, and may not be relevant to other individuals with the same genetic entity. Additionally, it must be highlighted that this process should preferably take place in person and not via phone call or message. The professional must address doubts in a precise manner based on up-to-date information and provide a description of the genetic entity; additionally, they may provide information about support groups or on local or national foundations.



Throughout this process, it is necessary to create a relationship based on trust and empathy. The professional should pause if a family member begins to cry, which forms part of the acceptance process and subsequent learning, and they must demonstrate understanding of the individual’s feelings. It is necessary to avoid inappropriate terms that do not contribute to the communication process. Likewise, it is necessary for the professional to determine whether the parents or family know about the genetic condition, which will provide an opportunity to correct any misconceptions or alleviate doubts. The answers given by the professional must be communicated clearly and calmly and end with a brief summary of the clinical characteristics of the patient’s condition; in doing so, they must maintain an appropriate balance of information on aspects of the diagnosis that must be considered without providing too much information, as this would be exhausting for both parties. These steps represent a mutual learning process for all parties involved, in which time is an important factor.



Considering the different aspects of the genetic entity under study, its symptoms and clinical signs, and complications that may occur, specialist control is required, and therapeutic strategies for interdisciplinary treatment must be developed. All this information must be communicated, which requires commitment from the parents or the patient to prepare themselves for the challenges raised by the genetic diagnosis. The patient’s existing abilities and skills are important positives in instances where psychomotor and intellectual development may be compromised.



All communication of genetic diagnoses must be accompanied by timely genetic counseling, either for parents who wish to have more children or for patients who wish to know the risks to their offspring. In clinical genetics, consultations not only involve investigating a genetic diagnosis and genetic counseling, but must also involve monitoring of the patient’s phenotypic evolution, which constitutes an important pillar in the patient’s interdisciplinary management.



In this Special Issue, the authors explain the complexity of diagnosing and communicating diagnoses of rare genetic entities, such as Noonan Syndrome, MECP2 duplication syndromes, Nieman-Pick type C disease, Pompe disease, hypohidrotic ectodermal dysplasia, retropharyngeal synovial cell carcinoma, 22q.11.2 deletion syndrome, and Pfeiffer syndrome [1,2,3,4,5,6,7,8].
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